Rare diseases are always a real challenge. The first test is to remember the myriads of often obscure but frequently tell-tale clinical signs that lead to suspicion for a specific disease. The next is to recognize these signs in the clinic, something that is not easy unless you are looking for them. Then there is the difficulty of figuring out the appropriate diagnostic work-up. Getting samples to the right diagnostic centers often presents a logistical problem, and when the results return, how to manage the condition. Comprehensive care is particularly challenging, due to frequently hidden comorbidities. So how are these challenges to be handled for more than 3000 rare diseases?
are readily willing to help because they understand the difficulties involved. For some disorders, diagnostic studies can be obtained free of charge, either as a philanthropic service or as part of a research program aimed at learning more about the condition.
Similar assistance is available for clinical management. When evidence-based medicine is lacking, the opinions of experienced providers and comprehensive care centers becomes particularly valuable. For example, self-injurious biting in LND is extremely difficult to control, and often leads to the desperate proposal that teeth be removed to stop it. The decision to proceed with such an outrageous suggestion becomes much less horrifying to patients and families when they learn that more than half of all patients with LND (in some of the best treatment centers) ultimately must have their teeth removed, and later are happy with the decision. 1 Finally, the enormous challenges faced by providers dealing with rare diseases are tiny in comparison to the challenges faced by the patient and family. It is essential that patients and their families be directed to support groups and online resources devoted to the disease. These directions can be extremely useful, as it is not uncommon for patients and their families to become the best teachers of the providers who return their care.
